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I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iIKOBHI HOMep: 0212U008715
Jep>kaBHUH peecTpaniliHui HOMeP: 0110U006119
Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peecrpamnii: 12-02-2013

II. Etran BukoHnauus JiP
Homep erany: 3

Ha3sBa eramy: Po3poGka npoTOTHIIB TeCT-CUCTEM [iJIs aHaIi3Y KiIbKOCTi Komiit reHa PMP22 (nenewii/myrutikauii)
Y XBOPUX i3 JeMieiHi3ylI04010 MOTOPHO-CEHCOPHOIO I10JIIHEBPOIIATIEI0 Ta MAKOPHUX MyTaliil B reHi CYP21A2 y

XBOPUX Ha aJpEHOTEHITAIbLHUI CUHIPOM
IToyaToK eramy: 02.2004
3akiH4YeHHs eTamy: 12.2012

Bup, 3BiTHOr0 JOKYMEHTA: [IpoMiXHMIA 3BiT

I11. BinomocTi npo BukoHaBus JIiP

IloBHe HaliMeHYBaHHS IOpUAUYHOI 0co0H (260 ITIB ¢izuyHOi 0c00H): IHCTUTYT MOSIEKYIAPHOI

6iosorii i renetuku HAH Ykpainu

Kopg 3a €IPIIOY: 05417101

Micue3Haxoa KEeHHSI:

dopma ByracHOCTI:

Cdepa ynpaBiiHHS: HaujonanbHa akazemis HayK YKpainu
InenTudikarop ROR: He zacrocosyerscs

Poamip opranisanii:

TenedoH: 0445260769

IV. BizomocrTi npo cniBBUKOHaBLiB JIiP



V. BimomocrTi npo 3amoBHHKa [IiP

IloBHe HaliMeHyBaHHS IOPHAHYHOI 0coou (a6o ITIB PpizuuHO0i 0c06H): HaujoHanbHa akasemis Hayk

Ykpainu

Kopg 3a €EIPIIOY: 00019270

Micue3HaxoaKeHHS: ByJI. Bononumupceka, 54, M. Kuis, KuiBcbka 061, 01030, Ykpaina
dopma BaacHOCTI:

Cdepa ynpaBiriHHS: HaujoHanbHa akazemist HayK YKpaiHu

ImenTudikarop ROR: He zacrocoyerbcs

Poamip opranisanii:

Tenedon: 380442396594

VI. I>kepeJia, HanpsiMHu Ta oocsiru pinaHcyBaHHs JIiP

IlincraBa ojist npoBeaeHHs [iP: 34 - norosip (3aMOBJIEHHS) 3 IEHTPaTbHUM OPraHOM BUKOHABYOI BIajy,

akazemielo HaykK (TOJIOBHUMM PO3NOPSIHUKAMU OI0pKETHUX KOWITIB Ha TposefeHHs HIIJIKP)

Hampsam (l)iHchyBaHHﬂ: 2.1 - pyHIaMeHTabHI JOCIIIPKEHHS
I>kepesia piHaHCYBaHHS

7713 - KOWTH ep>KO0I0A KeTy

Kopg, nporpamuoi kinacudikanii BupaTkis i KpegurysaHHs (KITKBK): 6541030

dakTHyHHi 06car ¢piHaHCYBaHHS (THC. TPH.). 74




VII. BizomocrTi npo IiP
Ha3sBa po6oTH yKpaiHCBHKOIO:

CTBOpEHHS NPOTOTUIIB TecT-cucteM 111 JHK-ananisy nepe6yioB reHOMy, 10 CIIPUYMHIOIOTh MOHOT€HHI CIIa/IKOBi

11aToJIorii Ta CIIaIKOBY CXUJIbHICTh 10 PO3BUTKY HaMOiIbII COLliaJIbHO BaXJINBUX 3aXBOPIOBAHDb JIIOJVUHA

Ha3sBa po60oTH aHIJIiHCBHKOIO:

Creating a prototype of test systems for DNA analysis of genome rearrangements that cause monogenic hereditary
diseases and hereditary predisposition to the development of the most socially important human diseases

Pedepar yKpaiHCBKOIO:

MeTo10 3aIIpOIIOHOBAHOIO IIPOEKTY € pO3p0oOKa IIPOTOTUIIIB TECT-CUCTEM [1JIs1 aHaJIi3y KiJIbKOCTi Kot reHa PMP22
(meneunii/mynuikauii) y xBopux i3 JeMieliHizyl04010 MOTOPHO-CEHCOPHOIO nosliHeBponarieto (IIIMT1) Ta MaXXOopHUX
myrTauiii B reHi CYP21A2 y XBOpHUX Ha afpeHOreHiTanbHui cuHIpoMm (AI'C), sIKi € npuaaTHUMU 71 npe- i
IIOCTHATAJbHOI AiarHOCTUKY Pi3HUX TUIIB JOCIiIKYBaHUX 3aXBOPIOBaHb, & TAKOK BCTAHOBJIEHHS 6€3CUMIITOMHOTO
reTepOo3UroTHOrO HOCINCTBA B POJMHAX BUCOKOro pusuky AI'C (ayTOCOMHO-peLIeCUBHUI TUIl YCIIAJKyBaHHS) Ta
PaHHbBOI TOCMMITOMHOI fiarHocTuku [IIMT1 (ayTocOMHO-IOMiHAHTHU TUI yCNaAKyBaHH:). [IpoBeieHO Ou3alH i
cuHTe3 crenndiuHux npanmMepis gy amiidikarii in vitro mocigoBHOCTEN HOCHIIKyBaHOTo reHa PMP22 (3-11
€K30H) Ta pepepeHcHoro reHa ALB (12-11 ek30H), a TaKOX BiilpalibOBaHO ONTUMAaJIbHI yMOBH KinbKicHOiI [1JIP y
peasibHOMY 4aci i3 (J1I00TeCLIEeHTHUM iHTEPKaJIoIUYUM 6apBHUKOM Sybr Green AOCIiIpKyBaHUX TEHOMHUX
nocJigoBHOCTeN. TakoX 31iICHEHO OU3alH Ta CUHTe3 crelrdiYHuxX rpaiimMepiB i BignpalboBaHi ONTUMaIbHI yMOBU
[JIP st ananisy myTtauiii rena CYP21A2: npotspkHoi nenenii rena CYP21A2, mytaniit P30L, 12G, 1172N, E6cluster,
R356W - meTtogom anensb crienudivnoi I1JIP; a Takox myTtanii V281L, Q318X - meTomoM aHatidy noyuiMmopdizmy
IOBXVHM PECTPUKLINHUX (PparMeHTiB aMIIM(IiKOBAHUX in Vitro NOCIiJOBHOCTEN AAaHOTO reHa. Po3pobeHi
METOJIMKHY arpoboBaHi Ha pedepeHcHUX 3pa3kax [JHK 3 BinnoBigHuMy MyTallissMu, aHai3 sIKUX IPOBOAUBCS
HE3aJIEXKHO aJlbTEPHATMBHUMU MeTojaMu. Ha 0CHOBI p03p06J1€EHMX METOIOMK CTBOPEHI TPOTOTUIM TECT-CUCTEM
1751 JHK-niarHoCTUKY 3a3Ha4€HMX M1aTOJIOTIH, sIKi He MOTPEeOYIOTh KOITOBHOrO 00J1aflHAHHS Ta MOXYTb OyTH
BIIPOBAJIKEHI B CIIELiali30BAHMX 3aKJIa[axX OXOPOHU 300POB's YKpaiHu. Kill04oBi Cj10Ba: IIPOTOTHUII TECT-CUCTEMH,
criagkosa nosinespomnarig lllapko-Mapi-Tyc, agpeHoreHetanbHuil cuHgpoMm, JTHK-piarnoctuka, IJIP, myTarnis,

IeJsewnis, nyrurikauis, KinekicHa [1JIP B peanpHOMY 4aci.

Pedepar aHIJIiHCBKOIO:

The goal of the project is to develop a prototype test system for the analysis of gene copy number PMP22
(deletions / duplications) in patients with demyelinating motor-sensory polyneuropathy (CMT1) and major
mutations in the CYP21A2 gene in patients with adrenogenital syndrome (AGS), which are suitable for pre- and
postnatal diagnosis of various types of diseases, as well as the establishment of an asymptomatic heterozygous
carrier in high-risk families of AGS (autosomal recessive inheritance) and early diagnosis presymptomatic CMT1
(autosomal dominant inheritance). Were made design and synthesis of specific primers to amplify the in vitro
study of gene sequences RMR22 (third exon) and the reference gene ALB (exon 12) and worked out the optimal
conditions of quantitative real-time PCR. Were made design and synthesis of specific primers and worked out
optimal PCR conditions for the analysis of mutations in gene CYP21A2: extensive deletions of the gene CYP21A2,
mutations P30L, I2G, I172N, E6cluster, R356W - by allele-specific PCR and mutation V281L, Q318X - by analysis of
restriction length polymorphism. Developed method was tested on reference DNA samples with the relevant
mutations, providing independent analysis of alternative methods. On the basis of the developed techniques
developed prototypes of test systems for molecular diagnosis of these pathologies that do not require expensive
equipment and can be implemented in specialized medical institutions. Keywords: prototype test system,
hereditary polyneuropathy Charcot-Marie-Tooth, adrenogenetalny syndrome, DNA diagnostics, PCR, mutation,
deletion, duplication, quantitative real-time PCR.



Immexc YIK:616.1, 575.162, 575.167, 616.1, 616.6.05

Koau TemaTHYHHUX PYOPHK: 76.29.30

KepiBHHUKH po6OTH

Biacue IlpizBuuie Im's I10-0aThKOBI: JliBuuup JTiogmuna ABpamisHa
HaykoBuii CTyIiHb:

BueHe 3BaHHS:

InenTudikarop ORCID ID:

JoparkoBa iHdpopmamnist:



VIII. HaykoBa (HayKoBo-TexHiuHa) npoaykuist (HTII)

Hazga HTII yKpaiHCBKOIO: [IpOTOTHII TECT-CUCTEMM /ISl AHATI3Y KiJbKOCTI KOTIiii reHa PMP22
(menewuii/mynikaruii) y XBOpHUX i3 JeMiesniHi3yI0u0i0 MOTOPHO-CEHCOPHOIO TIOJIIHEBPOIIATi€0 Ta MTPOTOTUIL TECT-

CHCTEMM [IJIS aHaJIi3y MaXKOpHUX MyTanii B reHi CYP21A2 y xBOpUX Ha apEHOr€HITalIbLHUN CUHIIPOM

HasBa HTII aHI/IiHiCbKOIO: Test-system prototype of SMN gene exon 7 mutant variants analysis (spinal

muscular atrophy)

HTII, sxy nepezn6ayasiocsi CTBOPUTH:
IIpuunHnu, yepe3s saki HTII He 6ysi0 cTBOpeHO:
OTrpumaHi P€3YyJIBTATH: NOJIiMNIIEeHHS YMOB Ipalli
l'anyss 3acTocyBaHHs: 73.10.1

PeecTpanifiHuil HOMep KapTKH TE€XHOJIOTii:

Omuc HTII: 1. Pospo6ieHo Ta anpo60BaHo MPOTOTUI TECT-CUCTEMM JIJIs1 BABHAYEHHS JIEJIEellii /mymiikaniii reHa
PMP22 3a gonnomororo KinbKicHoi [1JIP y peanbHOMY 4aci, 5Ky MOKHa BUKOPMCTOBYBATH [JIS IIp€- Ta [IOCTHATAJILHOI
(mpecumnromatuyHoi) JHK-niarHOCTUKY CIaiIKOBUX JleMieliHi3yl0uuX [10J1iHeBpONaTiil B pOJIMHAX BUCOKOTO
PU3UKY AaHoi naTtoJiorii. 2. Po3po6eHo Ta anpo60BaHO NPOTOTUIl TECT-CUCTEMU [iJ1s1 aHAJi3y IIPOTSKHOI fiesleii
reda CYP21A2 ta myrauini P30L, 12G, I172N, E6cluster, R356W meTonom anens cnienudivnoi [TJIP, a TakoxX myTartii
V281L, Q318X meTonoM aHami3y noaiMopdismy LOBKMHN PECTPUKLIIHUX (PpParMeHTiB.

ConiaibHO-eKOHOMIYHA cnpsamoBaHicTe HTII:
Bnyins HTII Ha moBKiJjs:
BnpoBagskeHHs HTII: Briposagkeno
ITpakTuyHa peasnizanis HTTI
IToyaToK eTamy: 5 pokis
3aKiHYeHHs eTamy:
Cno>kuBavi NPOAYKILii: 3akiaay 0XOpOHH 310POB'st YKpaiHu
IlepcnieKTHBHI PUHKH: VkpaiHa, kpainu CHJI
XapakTep CriBpOoGIiTHHIITBA 3 iHBECTOPOM
IloTpiOGHMI 0GCAT iHBECTHILiH, THC. TPH.:
IlpaBa, 0 HaJAIOThCS iHBECTOPY MiCJIsA 3aBEPIIEHHSI POOOTH:
HasaBHicTb 0i3Hec-IJIaHY:
TexHiKO-eKOHOMiYHe OOrpyHTYBaHHSI:
IToreH1iaIbHUI 0OCST IIPOJAIKY, THC. TPH..
OuikyBaHHI TepMiH OKYIHOCTi (pPOKiB):

JopaTtkoBa iHdpopmamist:

IX. Bi6siorpadivyHuii onuc



X. 3aKJIlI0YHi BiTOMOCTI

KepiBHHK I0pHAHYHOI 0COOH

IlepeJtik 0CiO-BHKOHaBILiB
I'pumenko Haranig BosogumupisHa
Kpasuenko Cepriit AdpanacinioBud
[Tammnyxa Bonogumup Mukoianosuy
[TepeBepa Mapis ITaBniBHa

Coponpb Paica IBaniBHa

Conosros Onekcangp OsekcaHIpOBUY
Tarapcekutii [TaBno ®enikcoBuy

YepuymuH Ceprint FOpiioBuy

BignoBigasbHuUI 3a MiATOTOBKY

00JIiIKOBHX JOKYMEHTIB
Tenedon

PeecTpaTtop

KepiBHuKk Bigginy YKpIHTEI, mpo €
BiZINOBiZaJIbHUM 32 peeCcTpallilo HayKOBOi

OisSIIBHOCTI

€nbcoka ['aHHa BaneHTUHIBHA

I. 6. H.




